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ABSTRACT

BACKGROUND AND OBJECTIVE: Hereditary metabolic diseases are individually rare disorders, early diagnosis
and treatment are very important which can prevent from permanent damage to the nervous system and mental
retardation and other irreparable injury and even death in these patients. This study was done to evaluate the prevalence
of hereditary metabolic diseases in children admitted to Amirkola children hospital 1384-94.

METHODS: In this cross-sectional study, medical records of patients with hereditary metabolism disorders from 1384
to 1394 were studied. Related information to age, gender, family relationship, family history, disorder type, diagnostic
criteria and disease outcome were extracted and analyzed.

FINDINGS: In this study, 65 children were diagnosed with different types of metabolic disease research. The common
disorders were maple syrup urine disease 14 patients (21.5%), methylmalonic acidemia 10 (15.3%), mitochondrial
8(12.3%) galactosemia 6(2.9%), respectively. Among children, 36 cases (55.4%) were male and positive family history
of metabolic disorders was observed in 15 children (23.1%). Mortality of metabolic disorders was in 26 children (40%)

and the rest of the 19 children (54.2%) had developmental delay.

CONCLUSION: In this study 19 different types of hereditary metabolic diseases were detected that more than 25% of
patients had a positive family history of this disorder.

KEY WORDS: Metabolism, Hereditary Disorders, Children, Frequency.

Please cite this article as follows:
Alijanpour Aghamaleki M, Esmaeili Dooki MR, Zahed Pasha Y, Moslemi L. The Frequency of Hereditary Metabolic Diseases in
Children Referred to Amirkola Children Hospital (2005-2015). J Babol Univ Med Sci. 2016;18(10):60-4.

*Corresponding author: L. Moslem (MSc)

Address: Non-Communicable Pediatric Diseases Research Center, Amirkola Children’s Hospital, Amirkola, Babol.
Tel: +98 11 32346963

E-mail: leilamoslemill6@yahoo.com


http://dx.doi.org/10.22088/jbums.18.10.60
https://dor.isc.ac/dor/20.1001.1.15614107.1395.18.10.9.1

[ DOR: 20.1001.1.15614107.1395.18.10.9.1 ]

[ DOI: 10.22088/jbums.18.10.60 ]

WWAD joo Ve oyl /onize 093 ¢ ol (S} pole olKuiily aloe

lSan 5 (SLBI jgille ((dipe b 053953 (Gl el ptlio sl )loe S5

References

1.Sutton VR. Inborn errors of metabolism: Epidemiology, pathogenesis, and clinical features. 2016. Available from:
https://www.uptodate.com/contents/inborn-errors-of-metabolism-epidemiology-pathogenesis-and-clinical-features#H1
2.Moammar H, Cheriyan G, Mathew R, Al-Sannaa N. Incidence and patterns of inborn errors of metabolism in the
eastern province of Saudi Arabia, 1983-2008. Ann Saudi Med. 2010;30(4):271.

3.Pourfarzam M, Barati B. The necessity of screening of individuals with suspected inheritedmetabolic disorders for
early diagnosis and treatment of related diseases. J Isfahan Med School.2013;30(221):2493-505.[ In Persian]

4.Aoki K, Wada Y. Outcome of the patients detected by newborn screening in Japan. Pediat Intern. 1988;30(4):429-34.
5.Kemper AR, Abrams SA, Kim MS. Newborn screening. Up to Date. 2016. Available From:
https://www.uptodate.com/contents/newborn-screening

6.Sutton VR, Hahn S, TePas E. Inborn errors of metabolism: Identifying the specific disorder. 2016. Available
From:https://www.uptodate.com/contents/inborn-errors-of-metabolism-identifying-the-specific-disorder

7.Aoki K. Newborn screening in Japan. Southeast Asian J Trop Med Public Health. 2003;34 Suppl 3:80. 8)Devi ARR,
Naushad S. Newborn screening in India. Indian J Ped. 2004;71(2):157-60.

8.Zahed Pasha Y, Ahmadpour-Kacho M, Alijanpour M, Behmadi R, Jahangir T. Prevalence of Maple Syrup Urine
Disease in Amirkola Children’s Hospital, Iran (2002-2012). J Babol Univ Med Sci. 2014;16(3):54-8.[In Persian]
9.Bittles AH. The role and significance of consanguinity as a demographic variable. Population and development
review. Pop Dev Rev. 1994;20(3):561-84.

10.Saadat M. Consanguineous marriages in Iranian folktales. Pub Health Gen. 2007;10(1):38-40.

11.Golbahar J, Karamizadeh Z, Honardar Z. Selective screening of amino acid disorders in the south-west of Iran,
Shiraz. J Inherit Meta Dis. 2002;25(6):519-21.

12.Hori D, Hasegawa Y, Kimura M, Yang Y, Verma IC, Yamaguchi S. Clinical onset and prognosis of Asian children
with organic acidemias, as detected by analysis of urinary organic acids using GC/MS, instead of mass screening. Brain
Dev. 2005;27(1):39-45.

13.Tang NL, Hui J, Law L, To K, Mak T, Cheung K, et al. Overview of common inherited metabolic diseases in a
Southern Chinese population of Hong Kong. Clin Chim Acta. 2001;313(1):195-201.

14.Yamaguchi S. Newborn screening in Japan: restructuring for the new era. Ann Acad Med Singapore.
2008;37(12):13-5.


https://www.ncbi.nlm.nih.gov/pubmed/15906702
http://dx.doi.org/10.22088/jbums.18.10.60
https://dor.isc.ac/dor/20.1001.1.15614107.1395.18.10.9.1
http://www.tcpdf.org

